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Objectives: Genetic information is currently lacking to build solid population-
based cystic ﬁbrosis (CF) screening programs. A large proportion of mutations in
the cystic ﬁbrosis transmembrane conductance regulator (CFTR; MIM #602421)
gene are still unknown, especially in Turkish population. The purpose of this study
is to describe the distribution of CFTR mutations found in Turkish CF population
using multiple mutation sources and stepped mutation analysis.
Methods: 712 subjects (418 male and 294 female) who have clinical and laboratory
ﬁndings of CF were evaluated. 69 of them were children (41 male and 28 female).
Demographic data, clinical ﬁndings and sweat test results were recorded.
Genomic DNA was extracted from all subjects’ peripheral blood lymphocytes and
all 27 CFTR exons and at least 20 bp of their ﬂanking region were PCR ampliﬁed.
Denaturing high performance liquid chromatography (DHLPC) was applied and
samples showing anomalous peak patterns followed by the BigDye terminator cycle
sequencing kit and successfully detected reported rare mutations among Turkish
population at the south coast of Turkey.
Results: This study led to the identiﬁcation of 30 different CFTR gene mutations
and pathogenic alterations on 11.37% (n: 81) of chromosomes from 712 Turkish
cystic ﬁbrosis patients. DeltaF508 is the most prevalent mutation (3.08%), p.G542X
and p.L997F are found as 2.38% and 1.26%, respectively.
Conclusion: A large diversity of CFTR mutations may exist in Turkish CF subjects.
The discovery of recurrent rare and as well as novel mutations will help us to provide
newborn screening and genetic counseling services in Turkey.
